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CURRICULUM VITAE 



Name: Yuan-Tsong Chen, M.D., Ph.D. Date Updated: 9/14/06 

Date of Birth: September 24, 1 948 
Place of Birth: Taipei, Taiwan 
Education: 

National Taiwan University, College of Medicine, Taipei, Taiwan 

M.D. 1966-73 
Columbia University, New York, New York 

M. Phil. (Human Genetics), 1974-76 
Columbia University, New York, New York 

Ph.D., (Human Genetics), 1976-78 
Medical licensure: 

1 973 Medical License of Taiwan 

1974 Certificate, Educational Council for Foreign Medical Graduates 
1976-78 Medical License, Massachusetts 

1 98 1 -83 Medical License, District of Columbia 

1983 Medical License, State of North Carolina #27580 

Specialty Certification and dates: 

1984 Board Certified Clinical Geneticist, American Board of Medical Genetics 
1993 Board Certified Molecular Geneticist, American Board of Medical Genetics 

Professional Training and Academic Career: 

1972- 73 Rotating Internship, National Taiwan University Hospital 

1973- 74 Military Physician, China Medical Service 

1 974- 76 Graduate Research Assistant, Columbia University 
1976-78 Postdoctoral Fellow (Genetics), Columbia University 
1978-80 Resident (Pediatrics), Duke University Medical Center 

1980-83 Clinical Associate (Medical Genetics), National Institutes of Health 
1983-88 Assistant Professor (Tenured), Department of Pediatrics, Duke University Medical 
Center 

1983-1994 Head, Genetics Section, Division of Genetics and Metabolism, Duke University 
Medical Center 



Chen, Y.-T. 

Director, Molecular Genetic Disease Laboratory, Department of Pediatrics, Duke 
University Medical Center 

Associate Professor (Tenured), Department of Pediatrics, Duke University 
Medical Center 

Acting Director, Obstetric-Pediatric Cytogenetics Laboratory, Duke University 
Medical Center 

Director, Medical Genetics Fellowship Training Program, Duke University 
Medical Center 

Professor (Tenured), Department of Pediatrics, Duke University Medical Center 

Chief, Division of Medical Genetics, Duke University Medical Center 
Professor, Department of Genetics, Duke University Medical Center 
Medical Director, Duke Children's Mass Spectrometry Facility, Duke University 
Medical Center 

Director, Institute of Biomedical Sciences, Academia Sinica, Taipei, Taiwan 



PUBLICATIONS: Refereed Journals 

1 . Chen, Y.-T, Worthy, T.E. and Krooth, R.S.: Evidence for a striking increase in 
acetylcholinesterase activity in cultured human fibroblasts which are trisomic for 
chromosome two. Somat. Cell Genet. 4:265-298, 1978. 

2. Chen, Y.-T.: Mattison, D.R., and Schulman, J.D.: Hypogonadism and galactosemia 
(letter). New Eng. J. Med. 305:464, 1981. 

3. Chen, Y-T., Mattison, D.R., Feigenbaum, L., Fukui, H., and Schulman, J.D.: Reduction 
in ooctye number following prenatal exposure to a diet high in galactose. Science 
214:1145-1147,1981. 

4. Chen, Y-T. and Negishi, M.: Expression and subcellular distribution of mouse 
cytochrome Pi -450 mRNA as determined by molecular hybridization with cloned Pj-450 
DNA. Biochem. Biophvs. Res. Commun. 104:641-648, 1982. 

5. Chen, Y-T., Lang, M.A., Jensen, N.M., Negishi, M., Tukey, R.H., Sidransky, E., 
Guenthner, T.M., and Nebert, D.W.: Similarities between mouse and rat liver microsomal 
cytochromes P-450 induced by 3-methylcholanthrene. Evidence from catalytic, 
immunologic, and recombinant DNA studies. Eur. J. Biochem. 122 361-368, 1982. 

6. Chen, Y-T., Negishi, M. and Nebert, D.W.: Cytochrome Pj-450 structural gene in mouse, 
rat and rabbit: Differences in DNA methylation and developmental expression of mRNA. 
DNA 1:231-238, 1982. 
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7. Chen, Y.-T., Bigelow, S.W., Levitt, R.C. and Nebert, D.W.: Screening of sixteen common 
therapeutic drugs: Possible association with the Ah locus. Dev. Pharmacol. Ther. 6:269- 
283, 1983. 
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8. Nakamura, M, Negishi, M., Altieri, M., Chen, Y.-T., Ikeda, T., Tukey, R.H. and Nebert, 
D.W.: Structure ofthe mouse cytochrome Pj-450 genomic gene. Eur. J. Biochem. 
134:19-25,1983. 

9. Ikeda, T., Altieri, M., Chen, Y-T., Nakamura, M., Tukey, R.H., Nebert, D.W. and Negishi, 
M.: Characterization of cytochrome P2-450 (20-S) mRNA. Association with the Pi -450 
genomic gene and differential response to the inducers 3-methylcholanthrene and 
isosafrole. Eur. J. Biochem. 134:13-18, 1983. 

10. Chen, Y-T., Cornblath, M. and Sidbury, J.B.: Cornstarch therapy in Type I glycogen 
storage disease. N. Eng. J. Med. 310:171-175, 1984. 

1 1 . Chen, Y.-T, Mattison, D.R., Bercu, B.B. and Schulman, J.D.: Resistance of the male 
gonad to a high galactose diet. Pediatr. Res. 18:345-348, 1984. 

12. Chen, Y-T. and Sidbury, J.B.: Cornstarch therapy in Type I glycogen storage disease. 
Letter to the Editor, New Eng. J. Med. 311:128-129, 1984. 

13. Chen, Y-T. and Kato, T.: Liver-specific glucose-6-phosphatase is not present in human 
placenta. J. Inher. Metab. Pis. 8:92-94, 1985. 

14. Kato, T, Ding, J.-H. and Chen, Y.-T.: Identification and quantification of a messenger 
ribonucleic acid induced by polynuclear aromatic hydrocarbons - using a cloned human 
cytochrome P-450 gene. Eur. J. Biochem. 151:489-495, 1985. 

15. Sidbury, J.B., Chen, Y-T. and Roe, C.R.: The role of raw starches in the treatment of 
Type I glycogenosis. Arch. Intern. Med. 146:370-373, 1986. 

16. Amsbaugh, S.C., Ding, J.-H., Swan, D.C., Popescu, N.C. and Chen, Y-T: Expression and 
chromosomal localization of the cytochrome P}450 gene in human mitogen-stimulated 
lymphocytes. Cancer Res. 46:2423-2428, 1986. 

1 7. Chen, Y-T. and Ding, J.-H.: Vitamins E and K induce aryl hydrocarbon hydroxylase 
activity in human cell cultures. Biochem. Biophys. Res. Commun. 143:863-871, 1987. 

1 8. Chen, Y-T., Leinhas, J., Coleman, R.A.: Prolongation of normoglycemia in patients with 
Type I glycogen storage disease. J. Pediatr. 111:567-570, 1987. 

19. Chen, Y.-T, He, J.-K., Ding, J.-H., Brown, B.I.: Glycogen debranching enzyme: 
purification, antibody characterization and immunoblot analyses of type III glycogen 
storage disease. Am. J. Hum. Genet. 41:1002-1015. 1987. 



20. Chen, Y.-T, Coleman, R.A., Scheinman, J.I., Kolbeck, P.C., Sidbury, J.B.: Renal disease 
in Type I glycogen storage disease. N. Eng. J. Med. 31 8:7-1 1, 1988. 
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21. Chen, Y.-T., Coleman, R.A., Scheinman, J.I., Kolbeck, P.C., Sidbury, J.B.: Renal disease 
in Type I glycogen storage disease. Letter to the Editor, N. Eng. J. Med. 318:1759-1760, 
1988. 

22. Crespi, C.L., Langenbach, R., Rudo, K., Chen, Y.-T. and Davies, R.L.: Transfection of a 
human cytochrome P-450 gene into the human lymphoblastoid cell line, AHH-1, and use 
of the recombinant cell line in gene mutation assays. Carcinogenesis , 10:295-301, 1989. 

23. McConkie-Rosell, A., Chen, Y.-T, Harris, D., Speer, M.C., Pericak- Vance, M., Ding, J.- 
H., Highsmith, W.E., Knowles, M. and Kahler, S.G.: Mild cystic fibrosis linked to 
chromosome 7q22 markers with an uncommon haplotype. Annals Intern. Med. , 1 1 1 :797- 
801,1989. 

24. Ding, J.-H., de Barsy, T, Brown, B.I., Coleman, R.A., Chen, Y.-T: Immunoblot analysis 
of glycogen debranching enzyme in different subtypes of Type III glycogen storage 
disease. J. Pediatr. 116:95-100, 1990. 

25. Chen, Y-T., Feinstein, K.A., Coleman, R.A. and Effmann, E.L.: Variability of renal 
length in Type I glycogen storage disease. J. Inher. Metab. Pis. 13:259-262, 1990. 

26. Chen, Y.-T., Scheinman, J.I., Park, H.K., Coleman, R.A. and Roe, C.R.: Amelioration of 
proximal renal tubular dysfunction in Type I glycogen storage disease with dietary 
therapy. N. Eng. J. Med. 323:590-593, 1990. 

27. Yang, B.-Z., Ding, J.-H., Brown, B.I., Chen, Y.-T: Definitive prenatal diagnosis for type 
III glycogen storage disease. Am. J. Hum. Genet. 47:735-739, 1990. 

28. Ding, J.-H., Roe, C.R., Chen, Y.-T, Matsubara, Y. and Narisawa, K.: Mutations in 
medium chain acyl-CoA dehydrogenase deficiency. Lancet 336:748-749, 1990. 

29. Monteith, D.K., Ding, J.-H., Chen, Y-T, Michalopoulos, G. and Strom, S.C.: Induction of 
cytochrome Pj450 RNA and benzo{a}pyrene metabolism in primary human hepatocyte 
cultures with benzanthracene. Toxicology and Applied PharmacoloRy 105:460-471, 1990. 

30. Chen, Y-T and Scheinman, J.I.: Hyperglycemia associated with lactic acidemia in a 
renal allograft recipient with Type I glycogen storage disease. J. Inher. Metab. Pis. 
14:80-86,1991. 

3 1 . Iafolla, A.K., McConkie-Rosell, A. and Chen, Y.-T: VATER and hydrocephalus: Distinct 
syndrome? Am. J. Med. Genet. 38:46-5 L 1991. 

32. Chen, Y.-T.: Type I glycogen storage disease, kidney involvement, pathogenesis and its 
treatment. Pediatr. Nephrol 5:71-76, 1991. 



33. Park, H.K., Kahler, S.G. and Chen, Y.-T: Brain abscess in glycogen storage disease, type 
lb. Acta Paediatr. Scand. 80:1103-1106. 1991. 
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34. Hug, G, Chuck, G, Chen, Y.-T., Kay, H.H., Bossen, E.H.: Chorionic villus ultrastructure 
in type II glycogen storage disease (Pompe's disease). N. Eng. J. Med. 324:342-343, 
1991. 

35. Yang, B.-Z., Stewart, C, Ding, J.-H. and Chen, Y.-T: Type HI glycogen storage disease: 
an adult case with mild disease but complete absence of debrancher protein. 
Neuromuscular Disorder 1:173-176, 1991. 

36. Ding, J.-H., Roe, C.R., Iafolla, A.K. and Chen, Y.-T: Medium-chain acyl-CoA 
dehydrogenase deficiency and sudden infant death. N. Eng. J. Med. 325:61-62, 1991. 

37. Ding, J.-H., Yang, B.-Z., Bao, Y, Roe, C.R., and Chen, Y.-T: Identification of a new 
mutation in medium-chain acyl-CoA dehydrogenase deficiency. Am. J. Hum. Genet. 
50:229-233, 1992. 

38. Yang, B.-Z., Ding, J.-H., Enghild, J.J., Bao, Y, and Chen, Y.-T: Molecular cloning and 
nucleotide sequence of cDNA encoding human muscle glycogen debranching enzyme, h 
Biol. Chem. 267(1 3):9294-9299, 1992. 

39. Coleman, R.A., Winter, H.S., Wolf, B., Gilchrist, J.M., and Chen, Y-T. : Glycogen 
storage disease type III (glycogen debranching enzyme deficiency): correlation of 
biochemical defects with myopathy and cardiomyopathy. Annals Intern. Med. 1 16:896- 
900, 1992. 

40. Coleman, R.A., Winter, H.S., Wolf, B., and Chen, Y.-T: Glycogen debranching enzyme 
deficiency: long-term study of serum enzyme activities and clinical features. J. Inher. 
Metab. Pis. 15:869-881, 1992. 

41 . Park, H.K., Kay, H.H., McConkie-Rosell, A., Lanman, J., and Chen, Y.-T: Prenatal 
diagnosis of Pompe's disease (type II glycogenosis) in chorionic villus biopsy using 
maltose as a substrate. Prenatal Diagnosis 12:169-173, 1992. 

42. Iafolla, A.K., Kahler, S.G, Chen, Y.-T: Low plasma citrulline concentrations during 
protein restriction in an unaffected infant at risk for ornithine transcarbamylase deficiency. 
J. Pediatr. 120:496-497, 1992. 

43. Van Hove, J., McConkie-Rosell, A., Chen, Y.-T, Iafolla, A.K., Lanman, J.T Jr., Hennessy, 
M.D., Kahler, S.G: Unbalanced translocation 46,XY, 15,+der(22)t(15;22)(ql3;qll)Pat. 
Case report and review of the literature. Am. J. Med. Genet. 44:24-30, 1992. 

44. Iafolla, A.K., and Chen, Y.-T: Isolating Metabolic causes of the sudden infant death 
syndrome. J. Resp. Pis. 12:1102-1104, 1992. 



45. Yang-Feng, T.L., Zheng, K., Yu, J., Yang, B.-Z., Chen, Y.-T, Kao, F.-T: Assignment of 
the human glycogen debrancher gene to Chromosome 1 p2 1 . Genomics 13:931 -934, 
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1992. 

46. Tanaka, K, Yokota, I., Coates, P.M., Strauss, A.W., Kelly, D.P., Zhang, Z., Gregersen, N., 
Andresen B.S., Matsubara, Y, Curtis, D., Chen, Y.-T.: Mutations in the medium chain 
acyl-Co A dehydrogenase (MCAD) gene. Human Mutation 1:271-279, 1992. 

47. Chen, Y.-T., Bazarre, C, Lee, M.M., Sidbury, J.B. arid Coleman, R.A.: Type I glycogen 
storage disease: nine years of management with cornstarch. Eur. J. Pediatr. 152(Supl 
1):S56-S59, 1993. 

48. Van Hove, J.V.H., Zhang, W., Kahler, S.G., Roe, C.R., Chen, Y.-T, Terada, N., Chace, 
D.H., lafolla, A.K., Ding, J.-H., and Millington, D.S.: Medium-chain acyl-coA 
dehydrogenase deficiency diagnosis by acylcarnitine analysis in blood. Am J Hum Genet 
52:958-966,1993. 

49. Hermans, M.M.P., Svetkey, L.P., Oostra, B.A., Chen, Y.-T, Reuser, A.J.J.: The loss of a 
polymorphic glycosylation site caused by Thr-927-»Ile is linked to a second polymorphic 
Val-816-»Ile substitution in lysosomal alpha-glucosidase of American blacks. Genomics 
16:300-301, 1993. 

50. Gregersen, N., Winter, V., Curtis, D., Deufel, T, Mack, M., Willems, P., Ponzone, A., 
Parrella, T, Ponzone, K., Ding, J.-H., Zhang, W., Chen, Y.-T, Kahler, S., Roe, C.R., 
Kolvraa, S., Schneiderman, K, Andresen, B.S., Bross, P., Bolund, L.: Medium chain 
acyl-CoA dehydrogenase (MCAD) deficiency: the prevalent mutation K304E (G985) is 
subject to a strong founder effect from Northwestern Europe. Human Heredity 43:342- 
350, 1993. 

5 1 . Markowitz, A.J., Chen, Y.-T, Muenzer, J., DelBuono, E. A., and Lucey, M.R. : A Man 
with Type III glycogenosis associated with cirrhosis and portal hypertension. 
Gastroenterology 1 05 : 1 882-5, 1993. 

52. Talente, G.M., Coleman, R.A., Alter, C, Baker, L., Brown, B., Cannon R.A., Chen, Y.-T, 
Crigler, J.F., Ferreira, P., Haworth, J.C., Herman, G.E., Issenman, R.M., Keating, J.P., 
Linde, R, Roe, T.F., Senior, B. and Wolfsdorf, J.I.: Glycogen storage disease in adults: a 
retrospective study of clinical and laboratory findings in types la, lb and III. Annals 
Intern Med 120:218-226, 1994. 

53. Tang, T, Segura, A.D., Chen, Y.-T., Ricci, L.M., Franciosi, R.A., Splaingard, M.L., and 
Lubinsky, M.S.: Neonatal hypotonia and cardiomyopathy secondary to type IV 
glycogenosis. Acta Neuropathologica 87:531-536, 1994. 

54. Tsujino, S., Tonin, P., Shanske, S, Nohria, V, Boustanty, R.M., Lewis, D., Chen, Y.T., 
DiMauro, S.: A Splice Junction Mutation in a New Myopathic Variant of 
Phosphoglycerate Kinase Deficiency (PGK North Carolina). Annals Neurology 35:349- 
353, 1994. 
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55. Andresen, B.S., Jensen, T.G., Bross, P., Knudsen, L, Winter, V., Kolvraa, S., Bolund, L., 
Ding, J.H., Chen, Y.T., Van Hove, J.L., Curtis, D., Yokata, I., Tanaka, K., Kim, J.J.P., 
Gregersen, N.: Disease-causing mutations in exon 1 1 of the medium-chain acyl-CoA 
dehydrogenase gene. Am. J. Hum. Genet . 54:975-988. 1994. 

56. Lei, K.J., Shelly, L.L., Lin, B., Sidbury, J.B., Chen, Y.T., Nordlie, R.C., Chou, J.Y.: 
Mutations in the glucose-6-phosphatase gene are associated with glycogen storage 
disease types la and Iasp but not lb and Ic. J. Clin. Invest. 95:234-240, 1995. 

57. Lei, K.J., Chen, Y.T., Chen, H., Wong, L.J., McConkie-Rosell, A., Liu, J.L., Ou, H.C.Y., 
Yeh, N.J., Pan, L.Y, Van Hove, J.L.K., Chou, J.Y.: Genetic basis of glycogen storage 
disease type la - prevalent mutations at the glucose-6-phosphatase locus. Am. J. Hum. 
Genet. 57:766-771, 1995. ~ ~~ 

58. Brix, A.E., Howerth, E.W., McConkie-Rosell, A., Peterson, D., Egnor, D., Wells, M.R., 
Chen, Y.T.: Glycogen storage disease type la in two littermate maltese puppies. Vet. 
Pathol . 32:460-465, 1995. 

59. Mishori-Dery, A., Bashan, N., Moses, S., Hershkovitz, E., Bao, Y, Chen, Y.T., Parvari, R.: 
RFLPs for linkage analysis in families with glycogen storage disease type III. J. Inher. 
Metab. Pis . 18:207-210, 1995. 

60. McConkie-Rosell, A., Wilson, C, Piccoli, D.A., Boyle, J., DeClue, T., Kishnani, P., Shen, 
J.-J., Boney, A., Brown, B., and Chen, Y.T.: Clinical and laboratory findings in four 
patients with the non-progressive hepatic form of type IV glycogen storage disease. J. 
Inher. Metab. Pis. 19:51-58.1996. 

61. Kishnani, P., Bengur, A.K., Chen, Y.T.: Pulmonary hypertension in glycogen storage 
disease type I. J. Inher. Met. Pis . 19:213-216,1996. 

62. Bao, Y, Kishnani, P., Wu, J.Y, Chen, Y.T.: Hepatic and neuromuscluar forms of glycogen 
storage disease type IV caused by mutation in the same glycogen branching enzyme gene. 
J. Clin. Invest . 97:941-948, 1996. 

63. Van Hove, J.L.K., Yang, H.W., Wu, J.Y, Brady, R.O., Chen Y.T.: High-level production 
of recombinant human lysosomal acid alpha-glucosidase in Chinese hamster ovary cells 
which targets to heart muscle and corrects glycogen accumulation in fibroblasts from 
patients with Pompe disease. Proc. Natl. Acad. Sci. U.S.A. 93:65-70,1996. 

64. Shen, J., Bao, Y, Chen, Y.T.: A nonsense mutation due to a single base insertion in the 3'- 
coding region of glycogen debranching enzyme gene is associated with a severe 
phenotype in a patient with glycogen storage disease type Ilia. Human Mutation. 9:37- 
40,1997. 



65. Svetkey, L.P., Timmons, P.Z., Emovon, O., Anderson, N.B., Preis, L., Chen, Y.T.: 

Association of hypertension with beta2- and alpha2cio-adrenergic receptor genotype. 
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Hypertension, 27:1210-1215, 1996. 

66. Wang, M., Kishnani, P., Decker-Phillips, M., Kahler, S., Chen, Y.T., Godfrey, M.: Double 
mutant fibrillin- 1 (FBN1) allele in a patient with neonatal Marfan syndrome. J. Medical 
Genetics, 33:760-763, 1996. 

67. Shen, J.J., Bao, Y., Liu, H.-M., Lee, P., Leonard, J.V., Chen, Y.T.. Mutations in exon 3 of 
the glycogen debranching enzyme gene are associated with glycogen storage disease 
Type III that is differentially expressed in liver and muscle. J. Clin. Invest ., 98:352-357, 
1996. 

68. Wu, J.-Y, Van Hove, J.L.K., Huang, Y.S., Chen, Y.T.. Expression of catalytically active 
human multifunctional glycogen-debranching enzyme and lysosomal acid alpha- 
glucosidase in insect cells. Biochem. and Mol. Biol. Int., 39:755-764, 1996. 

69. Bao, Y, Dawson, T.L., and Chen, Y.T.. Human glycogen debranching enzyme gene: 
Complete structural organization and characterization of the 5 5 flanking region. 
Genomics , 38:155-165, 1996. 

70. Kishnani, P., Bao, Y, Wu, J.Y, Brix A, Lin J.-L., Chen Y.T.. Isolation and nucleotide 
sequence of canine glucose-6-phosphatate mRNA: identification of mutations in puppies 
with glycogen storage disease type la. Biochem. and Mol. Med., 61 : 168- 177, 1997. 

71. Shen, J, J., Liu, H.M., Bao, Y. and Chen, YT. Polymorphic markers of the glycogen 
debranching enzyme gene allowing linkage analysis in families with glycogen storage 
disease type III. J. Med. Genet ., 34:34-38, 1997. 

72. Bao, Y, Yang, B.-Z., Dawson, T.L., and Chen, Y.T.. Isolation and nucleotide sequence of 
human liver glycogen debranching enzyme mRNA: Identification of multiple tissue- 
specific isoforms. Gene. , 197:389-398, 1997. 

73. Yang, H.W., Kikuchi, T., Hagiwara, Y, Mizutani, M., Chen, Y.T., and Van Hove, J.L.K. 
Recombinant human acid a-glucosidase corrects acid a-glucosidase deficient human 
fibroblasts, quail fibroblasts, and quail myoblasts. Pediat. Res. 43:374-380, 1998. 

74. Svetkey L.P., Chen Y.-T., McKeown S.P, Preis L., Wilson, A.F. Preliminary evidence of 
linkage of salt sensitivity in African Americans at the beta2- adrenergic receptor locus. 
Hypertension, 29:918, 1997. 

75. Shen J., Liu H.-M., McConkie-Rosell A., Chen Y.-T.. Prenatal diagnosis and carrier 
detection for glycogen storage disease type III using polymorphic DNA markers. 
Prenatal Diag., 18:61-64, 1998. 

76. Parvari R., Moses S., Shen J., Hershkovitz E., Chen Y.-T.. A single base deletion in the 
3 '-coding region of glycogen debranching enzyme gene is prevalent in glycogen storage 
disease type Ilia in a population of north African Jewish patients. Eur. J. Hum. Genet. , 
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5:266-270, 1998. 

77. Van Hove JLK, Yang HW, Oliver LM, Pennybacker M.F., Chen Y.-T.. Purification of 
recombinant human precursor acid a-glucosidase. Biochem. Mol. Biol. Int'l. 3:613-623, 
1997. 

78. Kunita R., Nakabayashi O., Hagiwara Y, Wu J.-Y, Mizutani M, Chen Y-T., Kikuchi T.. 
Molecular cloning of acid a-glucosidase cDNA of Japanese quail (Coturnix coturnix 
japonica) and the lack of its mRNA in acid maltase deficient quails. Biochem. Biophy. 
Acta. 1362:269-278, 1997. 

79. Parvari, R., Shen, J.-J., Hershkovitz, E., Chen, Y.-T., Moses, S.W.. Two new mutations in 
the 3 -coding region of the glycogen debranching enzyme in a glycogen storage type Ilia 
Jewish Ashkenazi patient. J. Inher. Metab. Pis. 21:141-148, 1998. 

80. Kikuchi T., Yang H.W., Pennybacker M., Ichihara N., Mizutani M., Van Hove J.L.K., 
Chen Y-T.. Clinical and Metabolic Correction of Pompe Disease by Enzyme Therapy in 
Acid Maltase Deficient Quail. J. Clinic. Invest. 101:827-833,1998. 

81. Veiga-da-Cunha M., Gerin I., Chen Y-T, de Barsy T, de Lonlay P., Dionisi-Vici C, 
Fenske CD., Lee P.J., Leonard J.V., Maire I., McConkie-Rosell A., Schweitzer S., 
Vikkula M., Van Schaftingen E.. A gene on Chromosome 1 lq23 coding for a putative 
glucose 6-phosphate translocase is mutated in glycogen storage disease type lb and type 
Ic. Am. J. Hum. Genet. 63:976-983, 1998. 

82. Matern D., Starzl T.E., Arnaout W., Barnard J., Bynon J.S., Dhawan A., Emond J., 
Haagsma E.B., Hug G, Lachaux A., Smit G.P.A., Chen Y-T.. Liver transplantation for 
Glycogen Storage Disease types I, III, and IV Eur. J. Ped. 158(2):S43-S48, 1999. 

83. Shen J.-J., Matern D., Millington D.S., Hillman S., Feezor M.D., Bennett M.J., Qumsiyeh 
M., Kahler S.G., Chen Y.-T., Van Hove J.L.K.. Acylcarnitines produced by cultured 
fibroblasts of patients with Long-Chain 3-Hydroxyacylcoenzyme a dehydrogenase 
deficiency and other disorders of fatty acid oxidation. J. Inher. Metab. Pis. 23:27-44, 
2000. 

84. Kishnani P., Boney A., Chen Y.-T. Nutritional deficiencies in a patient with glycogen 
storage disease type lb. J. Inher. Metab. Pis. 22:795-80L 1999. 

85. Chen, Y-T Glycogen storage disease III subtypes and muscle weakness during childhood. 
Letter to the Editor. Hum. Genet. 104:112, 1999. 

86. Hadjigeorgiou G.M., Comi G.P.,Bordoni A., Franceschina L., Shen J., Chen Y-T,Slani S., 
Toscano A., Bresolin N., Rodolico C, Piscaglia M.G, Prelle A., Papadimitriou A., 
Scarlato G. Novel donor splice site mutations of Amylo-1, 6 glucosidase, 4-a- 
glucanotransferase gene in Italian patients with Glycogen Storage Pisease type Ilia. J. 
Inher. Metab. Pis. 22:762-763. 1999. 
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g 7. Shen J, Lui HM, McConkie-Rosell A., Chen Y.T. A prenatal diagnosis of glycogen 
storage disease type IV using PCR-based DNA mutation analysis. Prenat. Diaen 
19:837-839, 1999. 

gg. Veiga-da-Cunha M, Gerin I, Chen Y.T., Lee P, Leonard J, Maore I, Wendel U, Vikkula M, 
Van Schaftingen E. The putative glucose 6-phosphate translocase gene is mutated in 
essentially all cases of glycogen storage disease type I non-a. Eur. J. Hum Genet 
7:717-723, 1999. ' '' 

8 9. Amalfitano A, McVie-Wylie AJ, Hu H, Dawson TL, Raben N, Plotz P, Chen Y.T. 
Systemic correction of the muscle disorder glycogen storage disease type II after hepatic 
targeting of a modified adenovirus vector encoding human acid oc-glucosidase. Proc. 
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patents 

peleted adenovirus vectors and methods of making and administering the same (Gene therapy for 
pompe disease), US Patent: 6,328,958 

Tre atment of glycogen storage disease type II, US patent 7,056,712 
Qenetic markers for Stevens-Johnson syndrome, USPTO # 10/705,245 
Gene for psoriasis, USPTO # 10/866,530 
genetic markers for warfarin sensitivity, USPTO # 60/638,837, 

Consultative Appointments: 
Consultant: 

tj.S. Delegate, First Sino-American Human Genetics Workshop, 1983 

Consultant, EPA Workshop on Human Variability in Susceptibility to Toxic Chemicals, 1984 

Chairman, Scientific Advisory Board, The Association for Glycogen Storage Disease, 1991-1993 

Consultant, Abbott Laboratories, Genetics Futures: Expert Panel Discussion, 1993 

associate Editor, Birth Defects Encyclopedia . 1993- 

Cuest Editor, Acta Pediatrica Sinica. 1994- 

Consultant, Roche Biomedical Laboratories, Molecular Genetics Diagnosis, 1995- 
Consultant, Genzyme Corporation, 2000- 
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Grant Referee: 

NIH, Ad Hoc special reviewer, Epidemiology and Disease Control Study Section, 1989 
National Science Council, China, Molecular Genetics Section, 1989, 
March of Dimes, 1993 

NIH, member, Medical Biochemistry Study Section 1994-1998 

NIH, member, Special Review Committee, Child Health Research Centers 1995- 

]sjlH, intramural program site visit, NICHD, 1997. 

NIH, member, Mental Retardation Research subcommittee, NICHD, 1999-2003 
NIH, intramural program site visit, NICHD, 2005 

Professional Awards and Special Recognition: 



1 970 Book Coupon Prize, National Taiwan University 

1 976-78 National Research Service Award, NIH 

1 983-85 Charles E. Culpeper Fellow 

1 990- Chairman, Scientific Advisory Board, The Association for Glycogen 

Storage Disease 
1 992- 1 998 The Best Doctors in America 

1 992 Honor of Contributions, The Association for Glycogen Storage Disease 

1993 Honorary Member, Japanese Society of Inherited Metabolic Disease 

1999 Honorary Member, Italian Association for Glycogen Storage Disease 

2000 J.C. Pompe Award, First Recipient, Children's Pompe Foundation 

2001 Alpha Omega Alpha Honor Medical Society, elected faculty 

2001 Distinguished Research Fellow, Academia Sinica 

2002 Academician, Academia Sinica 

2002 Foreign Scientific Advisor, Japanese Society for Lysosomal Storage 

Disease 

2002 Biotechnology Award, TECO Technology Foundation 

2004 Rare Disease Biotechnology Development Special Contribution Award, 

Department of Health, Executive Yuan 
2006 Outstanding Medical and Pharmaceutical Science and Technology Award, 

Yung Shin T. T. Lee Medical And Pharm. Foundation 
2006 Fellow, The Academy of Sciences For The Developing World 



Organizations and Participations: 

American Medical Association, since 1979 

Medical Society of the District of Columbia, 1981-1983 

New York Academy of Science, 1982-1984 

North Carolina Medical Genetics Association, since 1983 

Association of Glycogen Storage Disease, since 1983 

Member, Nucleic Acid and Molecular Genetics Program, Duke Comprehensive Cancer Center, 
since 1984 

American Society of Human Genetics, since 1986 
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Member, Clinical Research Unit Advisory Committee, Duke University Medical Center, 1986- 
1992 

Member, Society for Pediatric Research, since 1988 

Member, The Society for the Study of Inborn Errors of Metabolism, since 1989 
Member, Society for Inherited Metabolic Disorders, since 1991 

Member, Scientific Advisory Board, The Association for Glycogen Storage Disease, since 1988 
Member, Sarah W. Stedman Center for Nutritional Studies, Duke University Medical Center, 
since 1990 

Chairman, Scientific Advisory Board, The Association for Glycogen Storage Disease, 1990-1992 

Founding Fellow, the American College of Medical Genetics, 1993 

Board of Directors, Society for Inherited Metabolic Disorders, 1994- 

Member, The American Pediatric Society, 1994 - 

President, The Association of Chinese Geneticists of America, 1995 

Member, Scientific Advisory Board, The Acid Maltase Deficiency Association, since 1996 

President, Chinese Genetics Society, 2002-2005 

President, Taiwan Human Genetics Society, 2005- 

Chairman, Board of Directors, Taiwan Rare Disease Foundation, 2005- 



